A case is reported where the major clinical features of craniostenosis and radial aplasia led to an initial diagnosis of Balier-Gerold syndrome. Mild fibular hypoplasia on skeletal survey led to review of the diagnosis and the similarity of the facial phenotype to that of Roberts syndrome was noted. Chromosome analysis showed the premature centromere
Apart from requiring ligation of a patent ductus arteriosus she had had no other major problems. Early developmental milestones were normal and she had attended normal schools, although requiring remedial class education in secondary school. When seen she was working as a care assistant in an old people's home; her intellect was subjectively assessed to be at the lower end of the normal range.
On examination both height (147 cm) and head circumference (48 5 cm) were below the 3rd centile. Her skull was brachycephalic with a particularly flat forehead, high nasal bridge, and hypoplastic alae nasi giving a facial appearance similar to that seen in Roberts syndrome (fig la) . Her forearms were short with radial deviation of the hands (fig lb) . She had short thumbs and biphalangeal fifth fingers. The only abnormality ofthe lower limbs was mild 2/3 syndactyly. In view of the short stature a skeletal survey was undertaken.
RADIOLOGICAL FINDINGS
In addition to the craniostenosis (fig 2a) and radial hypoplasia (fig 2b) , there were a number of less marked radiological abnormalities. The vertebral bodies in the lumbar region were abnormally modelled with a reduction of their AP diameters. In the lower limbs there was bilateral coxa valga and acetabular dysplasia with incomplete covering of the capital femoral epiphyses. The fibulae were slender and hypoplastic with proximal shortening (fig 2c) and the articular surfaces at the knees and ankles were featureless with loss of modelling. In the feet the middle phalanges were small or absent. female karyotype with apparently random chromosome gain in 13% of cells. PCS and heterochromatin puffing similar to that seen in Roberts syndrome were observed in G banded metaphases but were more marked in C banded preparations (fig 3) . The centromeric regions of chromosomes 1, 9, and 16 and the acrocentric chromosomes were mainly involved.
Discussion
The initial clinical diagnosis in this case was BallerGerold syndrome and the skeletal survey was undertaken to investigate further the aetiology of short stature in this condition. The lower limb abnormalities on the skeletal survey led us to review the case, when the similarity of the facial phenotype to that of Roberts syndrome was noted and cytogenetic studies were undertaken. In view of the finding of PCS it is Kc4.o4 felt that the case has a mild form of Roberts syndrome in which upper limb involvement is usually more severe and marked variation of the degree of limb involvement has been documented even within the same sibship.12 13 The case with least limb involvement was reported by 
